Stuporous Attacks, Irritability and Ataxia
Associated with Ammonia Intoxication, High Blood Ornithine Levels and Increased Homocitrulline in the Urine Trevor Wright MD DCH and Rodney Pollitt DSC (The Ryegate Centre, Children's Hospital, Sheffield 10) I S, girl born 28 August 1951, the second child of unrelated parents. History: Mild jaundice and feeding difficulties during first week of life. At 2 years of age she was only standing with support and beginning single words. When almost 3 years of age she was found unconscious and on recovery had right spastic hemiplegia.
On examination: Height 143 cm, weight 31.5 kg, head circumference 49.5 cm. Cranial nerves intact, optic fundi normal. Generalized hypotonia, more marked in upper limbs, all tendon reflexes increased, ankle clonus sustained on left, and plantar response was complete withdrawal. She sat supported, being unable to stand or walk, and was dependent for feeding, dressing and toilet. Hearing and vision were normal but there was no speech. Hair very dark with eyebrows encroaching~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~. Investigations: Differential WBC count, liver function tests, X-ray skull and wrist and dermatoglyphics were all within normal limits. EEGbilateral 5 Hz activity and some bursts of 4 Hz. Plasma ornithine (samples on different days) 10.2-13.5 mg/100 ml (norma! range 1.17+0.24 mg/100 ml). Serum omithine carbamoyl transferase 7 ,umol/ml/h (just above normal). Blood ammonia 240 ,ug/100 ml (upper limit of normal 60 MLg/I00 ml). No significant urinary excretion of ornithine, but large amounts of homocitrulline.
Plasma ornithine levels in parents and two siblings ranged from 2.0-2.2 mg/100 ml, which is just twice normal. Progress: On low protein diet, she is gaining weight, much less irritable and independent in sitting. Comment This appears to be the second recorded case of ornithinemia with homocitrullinuria and the findings are similar to those previously recorded by Shih et al. (1969) . Delivered by Cmsarean section, birth weight 1715 g, Apgar score 2 immediately after delivery. Severe respiratory distress syndrome developed, with frequent apnoeic episodes. Treated with intravenous dextrose and bicarbonate and with ampicillin and cloxacillin. Improved after six days and was tube fed. On 22nd day suddenly deteriorated. Blood, urine and CSF culture grew coliform organisms. Respiratory symptoms recurred, requiring intubation and intermittent positive pressure respiration. Gross respiratory acidosis developed (blood pH 6.91, Pco2 over 150 mmHg).
There was consolidation of several lobes of his lungs alternating in turn with collapse of other lobes.
